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SUMMARY A patient with a de novo terminal deletion of the short arm of chromosome 7 (p22.1 -pter) is described. Facial dysmorphism, a congenital heart defect, and genital hypoplasia were evident. There were no signs of craniosynostosis. Our observation confirms that deletion of 7p22 is not necessarily associated with craniosynostosis.
More than 20 patients with malformation syndromes resulting from partial deletions of the short arm of chromosome 7 have been reported. Most chromosomal segment critically important for this type of craniosynostosis has been the subject of discussion. 13 We report on a patient with marked facial dysmorphism, tetralogy of Fallot, and genital hypoplasia but without craniosynostosis, whose karyotype showed a de novo terminal deletion of the short arm of chromosome 7 (7p22.1-pter). To our knowledge, this is only the second patient reported with a pure terminal 7p22 deletion. mouth, and low set and poorly lobulated ears. The ) hair was curly, silvery blond, and bristly ( fig 1) and W the anterior and posterior hairlines were low. A midfrontal haemangioma was noted. The palatal arch was asymmetrical but there was no midline > defect. There was pectus carinatum. Both thumbs p22
were hypoplastic and proximally implanted. Overlap of the second toe over the third was noted bilaterally. The penis was small and there was unilateral cryptorchidism. The clinical cardiological diagnosis of tetralogy of Fallot was confirmed by -catheterisation, which showed an extreme degree of pulmonic stenosis and a large ventricular septal defect. Drumstick-like fingertips were noted. Ophthalmoscopy of the retina yielded normal results. Radiographical examination excluded craniosynostosis and any type of skeletal dysplasia.
CYTOGENETIC STUDIES
Peripheral blood lymphocytes were cultured according to standard synchronisation techniques. Forty R banded and 30 G banded cells were analysed. The R banded cells with good banding quality showed a 7 small terminal deletion of the short arm of chromosome 7. G banding showed that the 7p2l band was FIG 2 (a) To date, very few chromosome variants have been described that involve translocation to parts of the genome other than those in which they are commonly found. Watt et a15 described a normal subject who had an insertion of the nucleolus organising region (NOR), normally found on the acrocentric chromosomes, along with some adjacent heterochromatin into chromosome 12p. The NOR, while differing from satellite DNA in that it is highly active transcriptionally, may also show a tremendous degree of variation in copy number without any craniosynostosis.
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